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Pe3rome

B crarbe npeACcTaBIeHO ONMUCAHUE CIIy4asi PeJKOro IEPBUYHOr0 HMMYHOAE(HIIUTA C UMMYHHOM JHCperyJsiuen — ae-
¢punmra CD25 ¢ manudgecranueiil B HEOHATaIHbHOM NIEPUOJE B BUE TSLOKEIONH XPOHUYECKOMH THapeH, MO BePKeHHOCTH
BHPYCHBIM, 0aKTepHAJbHBIM, FPUOKOBBIM HH(EeKIHAM, ay TONMMYHHBIMH IIPOSIBJIEHUsIMH, CHHAPOMOM MaJibabcopo-
UM, TUnoTpodueii, mopa’keHHeM KOKH, IOATBEP;KAEHHOT0 00Hapy:KeHHO# npu anaau3e JJHK romo3urorHoi myra-
uei B rene IL2-RA. B crarse paccmarpuBaercs poJs IL2-RA B co3peBannu u guddepenuposke T-1um@ouros,
COBpEMEHHBIE OJXO0bI K KJacchu(HKAIUH IEpBUYHBIX HMMYHO1e(DHIIMTOB C HIMMYHHOM JUCPeTryJIAnHel, IPHHIUIIBI
JHArHOCTHKH M jedeHu: aeduipra CD25, MpoBoAHTCsA aHAINS U CONIOCTAaBJIEeHN e APYTHX ONMCAHHbBIX B JIUTEpaType CJIy-
4vaes gedunura CD25.

Karouesvte croea: degpuuyum CD25; nepsuunbolii ummynoOlepuyum c umMMmyHHOI Oucpezyasyuetl; OUaAZHOCIMUKA; KAUHU-
ueckue nposieieHUsL
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Abstract

The article describes a case of a rare primary immunodeficiency with immune dysregulation — CD25 deficiency with man-
ifestation in the neonatal period in the form of severe chronic diarrhea, susceptibility to viral, bacterial, and fungal infec-
tions, autoimmune manifestations, malabsorption syndrome, hypotrophy, skin lesions, confirmed by a homozygous
mutation in the IL2-RA gene detected by DNA analysis. The article discusses the role of IL2-RA in the maturation and differ-
entiation of T-lymphocytes, modern approaches to the classification of primary immunodeficiencies with immune dys-
regulation, principles of diagnosis and treatment of CD25 deficiency, as well as analyzes and compares other cases of CD25
deficiency described in the literature.
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ructTuonuTos; 2) CeMelHbIN reModaroruTapHbIi
JUM@OTUCTUOIIUTO3 ¢ TUIIONUrMeHTanuel; 3) Je-
(pexThI peryaTopHbIX T-KJIeTOK; 4) AyTOUMMYHHbBIE
CHHJIpOMBI ¢ uMdonposndepanueii/oes sumMdo-
npoJsudepanuy; 5 MIMMyHHasA nuUCperyiasnus c
KOJINTOM; 6) AyTOUMMYHHBIH JiuM@ponpoaudepa-
TUBHBIN CUHIPOM; 7) BoCHpUUMYNBOCTE K BUPYCY
d6uiteiina-bappa u numdonpoaudepaTuBHble
3aboseBanus [1].

Hedurut anbda-cydbeIMHUITBI pellenTopa uH-
tepaetikuna-2 (IL-2RA, CD25) — nepBUYHBIN UMMY-
HOZle(UIIUT C HapyllleHneM UMMYHHOH peryisamnumy,
OTHOCUTCA K IpymIie 1e(eKToB PeryIATOpHbIX T-KJe-
TOK, pa3BUBaeTcsA B pe3yjbrare MyTaluil B rete
IL2RA, xonupylolieM anbda-1ens pernentopa K UH-
TepJIeNKUHY-2 C ayTOCOMHO-PeIeCCUBHBIM MeXaHU3-
MOM HacJjenoBanus. Y juil ¢ gepunutom IL-2RA ¢
MJIZI€HYECKOr0 BO3pacTa UMEIT MECTO PeluUBHU-
pyioliiie BUPYCHbIE, TPUOKOBBIE, OaKTepUaJbHbIE
MH(peKIMY, TuMpoaseHonaTns, ayTOUMMYHHbIE 3a-
0oJsieBaHUs, B TOM YHCJIe ayTOUMMYyHHas 9HTepoIa-
TUA U 9K3€MaTO3HBIE [IOPAKEHUS KOYKU (2, 3].

Wurepnetikun-2 (IL-2) B OCHOBHOM NIPORYLIUPY-
eTcs aKTUBUPOBaHHbIMU T-TuMdonuTamMu, CTUMYJIH-
pyet pocT u auddepenuposky T-mumdonuTos, B
YacCTHOCTH, criocobcTBys1 nuddepenunponke T-cy-
[IPECCOPOB, NIPEJOTBPAIIAIIIUX ayTOUMMYHHBIE pe-
akuuu, tuddepentmpoBke T-kaeTok maMsTu, odec-
MIeYNBAIOIINX IPOTUBOMH(EKIIMOHHYIO 3allIuTYy,
Takke IL-2 ctumynupyet pocT u quddepeHnpoBKy
T-xennepoB, T-IIUTOTOKCUYECKUX  JU(DOIUTOB,
NK-KJIETOK, TeM CaMbIM UTPAs1 KJIFOYEBYIO POJIb B I10] -
JePyKaHUM KJIIETOYHO-O0II0CPEI0BAHHOIO UIMMYHUTETA.
HetictBue IL-2 peanuayeTrcs Npu B3auMOEUCTBUU C
peuenropoM k IL-2 (IL-2R), rereporpuMepHBIM IIPO-
TEMHOM, KOTOPBIH 9KCIIpecCUpyeTcs Ha [IOBEPXHOCTH
MMMYHHBIX KjeTOK. Tpu penenropHuble nenu IL-2R a
(IL-2RA, CD25), B (IL-2RB, CD122) n y (IL-2RG, CD132)
9KCIIPECCUPYIOTCA HE OUHAKOBO B Pa3/IMYHbIX TUIIAX
KJIETOK 1, TAKUM 00pa3oM, 00pasyioT HU3KOa(pHHBIE,
IIPOMe;KYTOYHBIE U BbICOKOadh(hUHHBIE PelleNTOPhI K
IL-2. IL-2RA cBasbiBaer IL-2 ¢ HUBKUM CPOICTBOM,
koMmOuHanusA IL-2RB u IL-2RG — ¢ mpoMesKyTOYHBIM
CPOZCTBOM, KOMOMHAIIMS TPEX pelleNITOPHbIX Ilenell o
(IL-2RA, CD25), B (IL-2RB, CD122) n y (IL-2RG, CD132)
obpasyer IL-2R ¢ BbICOKMM CcpoACTBOM. B peaysnsrare
HapyleHusi cuaTe3a anbda enu [L-2R BcaencTBue
MyTanuii B rede IL2RA uHABUIYYM IEeMOHCTPUpPYET
MMMYHHYIO HEJIOCTaTOYHOCTD, CBSI3aHHYIO C Hapyllle-
HHUEM IPOTUBOMHGEKIIMOHHON 3allUuThl, U ayTo-
MMMYyHHBIe 3a060JieBaHUsA B pe3y/braTe HapylleHus
pocra u gudpepeHuupoBKU T-TUM@POITUTOB, B TOM
YucJie CXOHbIe C IEPBUYHBIMUA UMMYHOAEe(DUITUTaMU
C UMMYHHOMH ucpery/sanyed, B 4aCTHOCTH C X-CIlel-
JIEHHBIM CUHJIPOMOM UMMYHHOU TUCPery/IAIuy, 1o-
JuaHIoKpuHonaruu u surepomnaruu (IPEX-cungpo-
MOM), IpU KOTOPOM OOHApY’KUBAIOT MyTallii B reHe
6eska 3 forkhead box (FoxP3), asnatomniuiica dakro-
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POM TPAHCKPUIIIMOHHON aKTUBHOCTHU U PEpPecCUn
perynaTopHbIX T-KiaeTok [3-5].

MarepuaJj 1 MeTObI

Msbl npepacTtaBiaseM ciaydail gedumnura CD25, mogreep-
SKJIEHHOTO BBISIBJIEHHOHM MyTanuei B rene IL-2RA. [TanueHT Ha-
XOIMJICA ITOJ] HAIlIM HabJIIOfIeHIeM B TeYeHNe 2 Mec., 32 BpeMs
HaO0JII0leHN A NaIlUeHTy ObLIN IPOBefeHbl Ja0opaToOpHbIEe Me-
TOJIbI KCCJIe0BaHNs, I03BOIUBIINE UCKIIOYUTD HACIeICTBeH-
HbIe 3a00J1eBaHNsI 0OMEHA BEIleCTB U IIOJTBEPAUTH IEPBUYHBIH
UMMYHOIe(UIIUT C IMMYHHOU JUCPETYIALNNEeH, II0 pe3yasraTaM
uccienosanus JJHK 1o TeXHOJ/I0IMU CeKBEHUPOBAHUA METOLOM
[TapHO-KOHIIEBOT'O YTEHHUSI.

Pe3yJkrarsl

Hayuenm /I., MaTbuuK, IOCTYIWI B OTAEJIEHUE
HOBOPOXKIEHHBIX Ue IsIOMHCKOM 1eTCKOM 00J1aCTHOM
kJInHN4Yeckoi 6onpHUIBI (HYOJIKB) B Bo3pacTe 3 Mec.
¢ skaJio0aMU Ha MTOBTOPHBIE IMU30AbI JUXOPATKH,
SKUTIKUH CTYJI CO CJIN3BIO.

W3 anamuesa 3a00JieBaHUSI U3BECTHO, YTO B BO3-
pacTe OBYX Hell. Y peOEHKA MOSIBUJICS SKUIKUAMN CTYI
CO CIU3bI0, HAa 4-e CYTKU 3a00JIeBaHUsI MOSIBUIACH
pBOTa, Ha 7-€ CyTKH 3a00JIeBaHus (BO3pacT 3 HelL.) —
¢ebpunbHas muxopaaka, pebEHOK ObIT TOCIIUTAIN-
3UpOBaH B NH(QPEKIIMOHHOE OTHeieHne [opoacKoi
KJIMHUYECKOH 0oyibHUIIBI Ne 9 I. UesrsiOMHCKA, a Ha
2-e CYTKU TOCHUTAIUIANNY 0 TSISKECTU COCTOSTHUS
TepeBeéd B OTHeIeHre aHeCTe3N0JI0TUN U peaHu-
manuu [oponckoit kaIuHUYECKOH O0gMbHUIBI No 9
r. YenssOUHCKA, Te MOJIy4aa HMaTOreHEeTUYecKyIo,
9THOTPOITHYIO, CHMIITOMAaTUYECKYIO Tepanuio (MHPY-
3MOHHAs Tepanus, YaCTUIHOE IHTepATbHOE TUTAHNE,
rmapeHTepajbHOE MTUTaHNe, aHTUOAKTepraIbHas Te-
panusi). Ha oHe mpoBoauMoii Tepaniu cCoXpaHsieTcst
[rapesi, HapyIIeHre BOIHO-3JEKTPOJUTHOTO OaaHca
(cToliKasi TUTIOHATPUEMUSI, OTEKU), B CBSI3U CO CTOU-
KOH TUIMOHATpUEMUEH, IO peKOMEHAAIINN 9HIOKPU-
HOJIOTa, HayaTa Tepamnusi THAPOKOPTU30HOM, C TTOCIe-
IyIONIel KOppeKIUel M03bl U BOCCTAHOBJIEHUEM
KOHIIEHTPAIIMU YPOBHSI HATPUsI 10 (PHU3UOTIOTUUECKOMN
HOPMBI, C TIOCTENEHHBIM CHUKEHMEM 103bl 1 OTMEHOM
TUIPOKOPTUI0HA C YIETOM IOJTyUYeHNsT HOpMaIbHBIX
3HAUYEeHUHN YPOBHs aPEHOKOPTUKOTPOIHOTO TOp-
MOHA, YPOBHSI KOPTU30J1a U 17-TUAPOKCUIIPOTECTE-
pona. Ha 13-e cyTku nnpebbIBaHus B CTAI[MOHAPE Me-
TOIOM MYJIBTUCITUPAJIEHON KOMIIBIOTEPHOMU
ToMorpaduu TUarHOCTUPOBaH TPoMOO3 BepxHell
sIPEMHOU BeHBI, TJIEYETOJI0BHOMN 1 BepXHeU MOoJI0i
BEHBI, T10 IIOBOJY KOTOPOT'0 HaUaTa rermapuHoTeparnus
C KOPPEKIIHEN J03bI IO KOHTPOJIEM ITapaMeTPOB Te-
MocTa3a. PeOeHOK MOy KypC BHYTPUBEHHOTO UM-
MYHOTJIOOYJIMHA, TTOJTy4eHa HEKOTOPasi TTOJI0KUTETb-
Hasi TUHAMUKA — yBeJIM4eH 00HEM 9HeTepaIbHOTo
MMUTAHUS, COKPATUIICA 00BEM IaTOJIOTUYECKUX TI0-
TepPb CO CTYJI0M, YMEHBIIINUINUCH OTEKU. Ha 26-e cyTKu
(Bo3pacrt 1,5 mec.) ipeObIBaHUs B CTAlIMOHAPE KJIH-
HUYecKue U jjabopaTopHble IPU3HAKU CUCTEMHOTO
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BOCIQJINTEJIBHOTO OTBETa — JINXOPAAKa, IPaHy/IOIH-
TO3, Hapacranue ypoBHs CPb, Hauara aHTUOaKTEpH-
aJIbHas, IPOTUBOIPUOKOBAs Tepanusi, IPOBeIEH KypC
BHYTPUBEHHOI'0 NMMYHOIVIOOY/IMHA, ITOJTy4deHa I10J10-
sKUTeJIbHas TUHAMUKA, IT0C/Ie OTMEeHbI aHTUOAKTepH-
aJIbHOU, IPOTHBOIPHOKOBOM Tepamum (Bo3pact
2 Mec.) — JINXOPaJiKa, [uapes, B CTyJIe IPUMech 00JIb-
LIIOT'0 KOJINYEeCTBa KpPoBU. B yimkBope MeTonoM III1P
obOHapyskeHsl Haemophilus influenzae n Candida al-
bicans, ycTaHOBJIEH TUarHO3 MEHUHIUT, HayaTa aH-
TubaKkTepruaabHas U NPOTUBOrpUOKOBasA Tepamnus.
B xpoBu metonom I11IP BeIsAB/IEHA IUTOMETAJIOBUAPYC-
Has nHpeKys. PeOEHKy TpoBeIEH KypC MMMYHO-IJIO-
Oy/11Ha YesI0BeKa aHTUIIUTOMEeTraJlOBUPYCHOTO, ITOJTY-
yeHa KpaTKOBpeMeHHas MOoJIOYKUTeIbHAsA TUHAMUKA,
Jlasiee BHOBb ITOBTOPHBIE 31TM30/bI JIMXOPAIKH, AUapen
Ha ()oHe aHTUOAKTepUaJTbHON Tepanuu MINPOKOTOo
CIIeKTpa JefiCTBUsA, IPU NOBTOPHBIX JIOMOATBHBIX
IIYHKIIMSX BBISIBJIEHO HapacTaHNe [IUT03a B JIMKBOPE,
B 00111eM U OMOXMMUYECKOM aHaAIN3ax KPOBU J1abo-
paTopHble KPUTEPUH CUCTEMHOI'O BOCIA/IUTEIHHOTO
oTBeTa (MOBbIIIeHNe KOHIeHTpaIuu C-peakTHBHOTO
6esika, MPOKAJbIIUTOHUHA, TPAHY/IONUTO3), OaKTe-
pHOJIOTUYECKHUI ToceB KpOBU pocTa He AaJ. [To qaH-
HBIM KOMITBIOTEepPHON TOMOI'pad 1y FOJI0BHOTO MO3Ta,
MIpH3HAKU KOPTUKAIBHOM aTrpodu, 1o JaHHBIM KOM-
NIbIOTEPHOI ToMorpaduu OpraHoB OpIONIHON M0JIO-
CTH — relarocIjieHoMeraJsns, THeBMaTo3 KUIley-
HUKa, pacliipeHue IpaBOro MOYETOYHHKA. B
Bo3pacTe 3 Mec. y pe0éHKa IpU3HAKU MOpaKeHUs
KO>KU (reHepaJIn30BaHHasA Nary/ie3Has Chlllb, TUIe-
peMUA B eCTeCTBEHHBIX CKJIaIKaX KOKY, KPYITHOILIa-
CTUHYATOEe U MeJIKOIJIaCTUHYaToe IIeJyllieHue
KoskM). [Ipy MHCTpyMeHTaJIbHOM 00CIeJOBaHUN IPU
KOJIOHOCKONIMHU BBISBJIEHBI NMPU3HAKU S3BEHHOTO
TepMUHAJIBHOTO UJIeUTa, YMEPEHHO BbIPAYKEHHOTO
KaTapajbHOTO KOJIUTA, IPU 330(harogyoqeHOCKOIINHI
[IOBEPXHOCTHBII TaCTPUT C FeMOpparuuyecKuM KOM-
IIOHEHTOM, 3PO3UBHBIN OyILO0UT. [To TOBOLY Hapac-
TaHUA aHeMUU 3a BpeMs IpeObIBaHus B UH(EKIINOH-
HOM OTJieJIeHUH peOeHKy HeOTHOKPATHO IIPOBOUINCH
TpaHcy3uu npenapaToB KpoBU. /I UCKJIIOYEHUS
[IepBUYHOT0 UMMYyHOIe(pUIINTA, HaC/IeACTBEeHHBIX 60-
JesHell oOMeHa I JaJbHeHIIero oocjaeIoBalus 1
JledyeHus1 pekoMenaosaH nepesog B YOJAKD c 3a-
KJIIOYMTEIbHBIM TUarH030M IpU lepeBoge: «[eHepa-
JIN30BaHHasA MH(QEKIMA coueTaHHONW BUPYCHO-TPUO-
KOBO-0aKTepua/JbHONH 3THUOJIOTUU C IOpaskeHHeM
LIeHTPa/IbHOIN HEpPBHO cHCTeMbI (MEHUHIUT), KOSKHBIX
IIOKPOBOB, CJIM3UCTBIX 000JI04eK, MOUEIIOJIOBOH CH-
CTEeMBI, YKeJTyI0YHO-KUIIIEYHOT0 TPaKTa (3p0O3UBHBIN
racTPUT, FaCTPOIHTEPOKOJIUT, sI3Ba TEPMUHAIBHOTO
oTJeJs1a IOAB3I0IITHOMN KUIIIKY), TAXKETOHN CTeTleH».
/13 anaMHe3a sKM3HU U3BECTHO, YTO NanueHT /1.
ponuscs oT BTOpoit 6epeMeHHOCTH, KOTopas Ipo-
TeKasia Ha poHe XPOHUUEeCKOI0 OpOHXUTA, XpOHUYe-
CKOT0 ITUCTUTA, aHEMUHU JIETKOU CTelleHU y MaTepH,
BTOPBIX CBOEBPEMEHHbIX NHIYIINPOBAHHBIX OBICTPBIX
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CaMOCTOSATeJbHBIX POLOB Ha Cpoke 41 Hen., Macca
npu poskgenun 3420 I, olleHKa IO IIKaje Anrap
8/9 6a/y1oB. BAIM3KOPOICTBEHHBIN Opak poauTe N
pebeHKa OTPHUIIAIOT, IO HAIMOHATBHOCTU POAUTEIN
y30eku. C poskIEHUsI COCTOSTHUE YIOBIETBOPUTEITH-
HOe, pe0EHOK MPUI0YKEH K TPy B POJUIHLHOM 3aJIe,
B BOo3pacTe 3 CyT BBIIIKMCAH U3 POAMUJIBHOIO JOMa IO,
HabJII0fleHe Y9acTKOBOTO Bpaya Ieinarpa, B Teue-
HMe [IEPBBIX IBYX HeJleJIb KU3HU 10 BOBHUKHOBEHUS
HaCTosIIero 3abosieBaHusI COCTOsIHUE OBLIO YIOB-
JIeTBOPUTEIbHBIM, HAXOAUJICA Ha TPYAHOM BCKapM-
JINBAaHUU IO TPEOOBAHUIO.

[Ipu nocTynieHun B OTAeJIeHe HOBOPOKIEH-
ub1x YOJIKB cocTosinue peOéHKA TSOKE0E, TSKECTD
cocTostHUs 06yCJIOBJIeHA TPOSIBJIEHUSIMU CUHIPOMa
CHCTEeMHOI'0 BOCIIAJIUTEJIbHOTO OTBETA, paclpocTpa-
HEHHBIM IepMaTUTOM, IPU3HAKAMU apTPUTA JIeBOr'0
KOJIEHHOTO U MPaBOro Ta300eJpeHHOT0 CyCTaBOB,
runoTpodueii, CMHIpOMOM MaIbaOCOPOIUH.

[Ipu saboparopHOM 0OCeIOBAHUN 32 BpeMs
JIUHAMHUYeCKOTO HaOJIONeHUsI HEOTHOKPATHO BhI-
SIBJISLJICS JIEHKOIIUTO3 A0 MaKCUMAIbHBIX 3HAUYEHUH
19,7x10°/ 71, C-peakTuBHBIN 6e710Kk — 10 118,49 Mr/ 1,
JakTaT — 710 4,9 MMO0JIb/JI, IPOKAJIBIIUTOHUH — 10
1,86 ur/ma. YpoBenb BuramuHa Il — 20,5 Hr/mJj. B
JIMKBOPE LUTO3 — 0 512 KJIETOK B 1 MKJI 3a CUET aK-
TUBUPOBAHHBIX MOHOIIUTOB U JIMM(OIUTOB.

B uMmyHOrpamme: UMMYHOTJI00yauHBL: 1gG
9,1 r/a, IgM 1,4 r/a, IgA 1,0 r/a, CD3 79,8,
CD3+CD4+ 30,7, CD3+CD8+ 46,8, K (4/8) 0,66, CD16
14,9, CD19 4,9, CD4+CD8+ 1,4, HCT cnoHTaHHBINA
21%, HCT unayuupoBanHbiii 91%, Trec 337x10° ko-
nuii, Krec 67x10° konuii. /IluackuH TecT oTpuIiaTesIb-
HBIN. Pe3ynbrarsl MccienoBaHusI KPOBU Ha aHTU-
HyKJIeapHbI (haKToOp, aHTUTeNa K IUKINYECKOMY
IUTPYJIMHAPOBAaHHOMY IENITUAY, aHTUTeJIa K Kap-
IUOJINTINHY, PeBMATOUIHBIN (DaKTOpP, aHTUTEJIA K
natuBHol JIHK — oTrpuriaresnbHble.

PesynbraT ucciienoBaHusi KpoBU Ha 00J€3HD
[Tomme, ®abpu, [ome, Hummana-Tluka — orpuia-
TeJIbHbIE, AKTUBHOCTH KUCJION JINTIA3bI B Ipejesaax
pedepeHCHBIX 3HaueHHi. Peaysnbrar TaHAeMHOU
Macc-CIeKTPOMETPUU KPOBU Ha HACJIeICTBEHHbIE 0O-
Jie3Hu oOMeHa — OTPUIATEIbHBINA. 3aKII0YEHNE 10
pesy/abTary aHa/jau3a OpraHuYecKUX KUCJIOT B Mo4Ye
METOIOM Ta30BOM XpomaTorpadum ¢ Macc-
criekTpoMmerpueit: «[loBbIlIeHNE KOHIIEHTPAIUU
psiga MeTabOJUTOB, BEPOSITHO, BTOPUYHOTO Xa-
pakTepa, njin 06ycJI0BJIEHHOE HACTeICTBEHHBIMU
3aboJeBaHUSIMU, B TOM 4ucJje nedUIuTOM TUPU-
JOKcaMHuH-5-nipaiiM-docdaT-oKcu3aabl».

[Ipu uHCTpyMEHTAJbHOM 00CIeIOBAHUU TTPU
Jonrieporpadguu  BBIIBJIEH HEOKKJIIO3MOHHBIN
TpoM0603 J1€BOU MOAKIIOYNYHON U SIPEMHON BEHBL.
[Tpu pentrenorpaduu HUKHUX KOHEYHOCTEH BbI-
AABJIEHBI PEHTI€HOJI0TNYeCKre IPU3HaAKU PaXUTOIIO-
nmo6HOTro 3a00s€eBaHus (DokaoBUAHAS AedopMalust
JTUCTAJIBHBIX OTJEJIOB OepeHHBIX KOCTEN CO CHUKE-
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HHUEeM KOCTHOH IIJIOTHOCTH U 6axpomavaToi anudu-
3apHOU 30HOMH, OoKaJoBUAHASA MedopManusi Mpo-
KCHUMAaJIbHOTO 0T/ies1a 601b111e0epIioBbIX KocTel 1 C-
oOpasHas medopmanuss KOCTeH TOJIEHW CJieBa U
crpasa). [Ipu ysisrpassykoBoM uccienosanuu (Y 3M1)
KOJIEHHBIX U Ta300eJpeHHBIX CYCTaBOB BbISABJIEHBI
NIPU3HAKU CUHOBUTA JIEBOI'O KOJIEHHOTO U IIPABOr0
TaszobenpeHHoro cycraBoB. IIpu Y3M opraHoB
OPIOIIHOM MOJIOCTU — TrelaToCIIeHOMerasans, yBe-
JUuYeHne Me3eHTepUaTbHbBIX JIUM(QOY3JI0B, JIETKOE
paciupenue xoJie[oxa, Heppomerasnusi, yMepeHHbIe
nuddysHble U3MeHeHUA MoYeK, OTEK CTeHOK 4a-
IIIeYHO-JI0XaHOYHOM cucTeMbl cipasa. [1pu Y31 Bu-
JIOUKOBOH sKeJie3bl — yMeHblIIeHle pa3MepoB BUJIOU-
KOBOM skesie3bl. [laTosiormyeckux U3MeHeHUH npu
0(bTaTbMOJIOTIYECKOM UCC/IEI0BAaHIY He 0O0HAPY;KeHO.
ITpu MarHUTHO-pe3oHaHCcHOI ToMorpaduu (MPT) ro-
JIOBHOT'O MO3I'a C KOHTPAaCTHBIM YCUJIEHUEM — MHOKe-
CTBEHHbIe CyOalleHuMabHble Y3J1bl, MHOKECTBEH-
Hble MHTpamnapeHXxuMaro3Hble y3Jibl B JJOOHOU U
TeMeHHOH oJiax ciieBa. [Ipu moBTOpPHOM HcCIIeNO0-
BaHUU B JUHAMUKE KOJIUYECTBO Y3J10B YMEHBIIIU-
JIOCh, OIICaHHbIe 0Yaru paclieHeHbl Kak FPUOKoBOe
nopa)xkeHue roJioHoro moara. I[lo nasaeim MPT
obJs1acTu 11eu, TPygHOHN KJIETKH, 5KUBOTA, KOHEYHO-
cTell — TOMOJHUTEIbHBIX 00pa3oBaHUl, yBeJI4YeH-
HBIX JIUM((}OY3/I0B He BbIABJIeHO. [Ipu axokapauo-
rpacguu o6HapysKeHO yBeJnueHne pa3MepoB JIEBOTO
skeJiynouka. [To maHHBIM ajeKTpoaHIedasorpa-
¢uu (93I') — ymepeHHBIE 00111eMO3TrOBbIe Hapyl1lle-
HUA, CTaAuU cHa TuddepeHINpPoBaHbl, AIUIEeNTH-
(opMHOII aKTUBHOCTH He 3aperucTpuponaHo. [Ipu
nposeneHnu D3I B [UHAMUKe BbISABJICHA PETMOHAJIb-
Has aNUJIeNnTU(OPMHAsA aKTUBHOCTD: OCTPble BOJTHBI
B JIEBOU JIOOHO-IIEHTPAIbHOM 00J/IaCTHU.

[Ipu ucciegoBanuun JHK meTomoM KanHMYe-
CKOTO CEKBEHMPOBaHMA Obljla BBISBJIEHA MyTallud
c.473_485del CTCTACACAGAGG B rOMO3UT'OTHOM Ba-
puanTte B obOsiactu chrl0:6021575ACCTCTGTGT
AGAG>A, B reHe IL2RA, KOoTOpast aCCOLUUPYETCA C
IIepBUYHBIM UMMYHOJe(UIIUTOM C UMMYHHOH AucC-
perynanueit — nedpunuroMm IL2RA (Immunodefi-
ciency 41 with lymphoproliferation and autoim-
munity, IL2RA deficiency, CD25 deficiency, IMDA41).

3a BpeMs HaxoKJIeHUA nanuenTa /. B ornese-
HUU HOBOPOKAEHHBIX HOIKD coxpaHsaeTcs BOJIHO-
o6pa3Hoe TeueHHNe 3MNU30J0B JUXOPAIKH, JUapew,
[1aTOJIOTUYECKUX IOTEPh CO CTYJIOM, JIaDOpPaTOPHBIX
IIPU3HAKOB CUCTEMHOI'0 BOCIAJIMUTEJBHOTO OTBETA,
MEHHMHIHUTA 110 TaHHBIM JINKBOPOIpaMMbl. Pe6EHOK
IoJIy4aeT 4aCTUYHOE SHTEepaJIbHOE INTAaHUE, [IapEH-
TepaJbHOE IUTaHUe U NH(PY3UOHHYIO Tepaluio, aH-
THOAKTepHUaJbHYI0 Tepaluio IMINPOKOro CHeKTpa
JeICTBUsA, IPOTUBOTPUOKOBYIO Tepaluio C y4éToM
JTAHHBIX 0AKTepHOJOTUYEeCKOI0 UCCIel0BaHUsA, BU-
TaMHHOTepanuio (TokodepoJa arerara 1 XoJIeKaib-
1udepodt), TaHKpeaTrH, TOBTOPHBIE KYPChl BHYTPU-
BEHHOT0 MMMyHoIIoOyauHa. B Bo3pacrte 5 Mmec.
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pebE&HOK 1714 NasIbHelIIero Je4eHus OblI lepeBeieH
B Knunuky CaHkT-IleTepOyprckoro rocymapcTBeH-
HOI'O HeJUaTPUYECKOr0 MEeIUIMHCKOI0 YHUBEPCHU-
TeTa, 1MocJie CTabUIN3aluu COCTOSAHUA nanueHT Jl.
nepesefeH B Kimmuuky «HUW neTckoil oHKOJIOTUH,
reMaToJIOTUM U TpaHcmiaHtosoruu um. P. M. Top-
6aueBoii» 11 IPOBeJeHNs TPAHCIJIAHTaI[l reMo-
IMO3TUYeCKUX CTBOJIOBBIX KjaeToK (TI'CKR). IlepBasa
TI'CK 6pL1a npoBefeHa nanueHTy /. B Bo3pacTe
10 Mec., cocTosiHre pebEHKA 0CTABATIOCH TSHKETBIM,
Obl71a HaYaTa UMMYHOCYIIpeCCUBHAsA Tepanus CUpo-
JIIMYCOM, B Bo3pacTe 12 mec. peGEHKY poBeieHa
nosropHas TI'CK, B TeueHue 2 Mec. 1ocjie IOBTOPHOH
TI'CK B cocTosgHIYN peO&HKa oJTy4eHa I0I0KUTe b-
Has IMHAMUKA, [I0sBUJIACH TOJIEPAHTHOCTD K 9HTE-
paIbHOMY IUTAHUIO, YBEJINYNJINCE TEMIIBI puande-
CKOI'0 U MOTOPHOI'O Pa3BUTHUA.

OO0cy:kaeHNne pe3yJIbTaToOB

[epBrIii cayyaiil qedurura CD25 OBLT OMMcaH B
1997 r. N. Sharfe u coasr. (Kanana, TopouTo) [6] y
MaJIbYMKa, POsKIEHHOTO OT JBOIOPOJHBIX Opara u
CecTpbl, ¢ MJIaJJeHYecKoro Bo3pacTa CTpajaBIIero
MepCUCTUPYIOIIUMY BUPYCHBIMY, OaKTepUaaIbHbIMU
U rpUOKOBBIMU MH(MEKIUAMU, XPOHUYECKOU Tua-
peeil, xpoHUYeCKUM 3a00JieBaHUEM JIETKUX, aHe-
Muel, muMdaneHonatuel U remnaTocijgeHoMera-
Jinel, HeCII0COOHOCThIO OTTOPTHYTh aJ/IJIOT€HHBIHN
KOYKHBIN TpaHcnyaHTaHT. AHainu3 JITHK nanuenta
BBIABUJI MyTalluu B reHe IL-2RA. B 2007 . A. A. Caudy
u coasT. (CHIA, [IpuHCcTOH) [3] onmcanu MajabuyuKa
¢ IPEX-1IOTOMHBIM CHHAPOMOM C MaHU(ecTaruen
c Bo3pacTa 6 Held. C TSHKEJION XpOHUYECKOU nua-
peeli, ak3eMOi, MHCYJIMHO3aBUCUMBIM AUA0ETOM,
ayTOMMMYHHOH TreMOJIUTUYECKON aHeMuel, TUmo-
Tepueo30M, ayTOUMMYHHOU HeHTponeHuel, penu-
IUBUpYIOIIEe ITUTOMeraJoBUPyCHONU NHGeKInel,
MIePCUCTUYPYIOINMU NH(PEKIUAME IbIXaTeTbHBIX
nyTeil ¢ HopMaJabHBIM TeHoM Oeska FoxP3 u ayTo-
COMHO-peLleCCUBHBIMU MYTaluAMU B reHe IL-2RA.
B 2013 1. K. Goudy u coast. (Utanus, Musaan) [7]
OIMCAJIN I€BOYKY 8 JieT POMKIAEHHYIO OT IBOIOPOI-
HBIX OpaTa 1 cecTpbl ¢ MaHU(ecTaIell ¢c HeoHaTasIb-
HOT'0 Ilepuojia TSKEION XpOHUYecKol auapeu, Tpe-
Oylolell 4acToro IapeHTepajJbHOTO NUTAHUSA, U
TAKEJI0N 9K3eMBI, PelUIMBUPYIOIIel ITUTOMerajloBuU-
pycHoOI mHbeKuel, ayTOMMMYHHBIM THPEOIUTOM,
asonenniedt, JmMdoaaeHonarTne, pernuaIuBUpyIo-
UMM OaKTepuaJbHBIMU UH(EKIUAMY, MMaeHTKa
HaxoJuaach Ha KOMOMHUPOBAHHOM Tepanuu LII0KO-
KOPTHUKOCTEPOUaMH U TAKPOJIMMYCOM, TIoJTy4aJia I1o-
BTOpPHbIE MHOTOKPATHBIE KypChl aHTHOAKTepHaIbHON
U IPOTUBOTPUOKOBOM Tepamnuu, raHiukiaoBup. Orery
U MarTh NaleHTKU OKa3aJIuCh reTepO3UTOTHBIMU 10
MyTauuu B reue IL-2RA, koTopast BTOMO3UTOTHOM Ba-
puaHnTe 661712 06HapyskeHa npu aHanmmae JHK y maru-
eHTKU. TpaHcIIaHTaysA TeMONO3TUYECKUX CTBOJIO-
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KIMNHWYECKWE NCCTIEAOBAHWISA U TIPAKTVIKA

Yposens C-peakTHBHOTO 0eJjika y namueHTa /I. 3a 5 Mec. 3kM3HH ¢ MOMEeHTa MaHU(pecTaluy 3a00/IeBaHuA.
Level of C-reactive protein in patient D. over 5 months from the moment of manifestation of the disease.

BBIX KJIETOK Obly1a 3(p()eKTUBHBIM METOAOM JIeUeHU s
BO BCEX TPEX ONMCAaHHBIX CIy4dasx [3, 6, 7]. B 2014 r. L.
Bezrodnik u coaBt. (Aprentuna, byanoc-Aiipec) [4]
onucasnu fepunut CD25 B pedysisrare FOMO3UTOTHOU
MucceHc-MyTanuu B reHe IL-2RA y manueHTKu 5 jiet
(YCBIHOBJIEHHYIO, 6€3 NCTOPUU pofuTesiel) ¢ TAKE-
JIBIM aTOMMYECKUM JIepMaTUTOM, MaHU(ECTUPOBAB-
UM C paHHero HeoHaTaJIbLHOIO IIepuofa, XpoHuYe-
CKOI nuapeeii, ajomenueil U penuIUBUPYIOMIUMU
MHPEKIUAMU HISKHUX U BEPXHUX JbIXaTeIbHbIX IIy-
Teit. CydbCcTpaToM TsKEI0ro MopaskeH!s MapeHXUMBbI
JIETKUX OBLJI 0O/IMTEPUPYIONINH OPOHXUOJUT C TH-
nepIiasuei IMM@OIUTOB, HA MOMEHT YOJIUKAITAN
namuenTka oxkugasa TTCK. o konita 2023 I. B JiUTe-
parype OIMCaHo ellé HeCKOJIbKO ciydaeB Jedunura
CD25, HanboJiee 4acTbIMU CUMIITOMaMHU Y TallieHTOB
Ob1IN TsKEas nuapesi, peluAuBUPYIOIe BUpPYyC-
Hble, bakTepua/bHble, TPUOKOBbIe UH(MEKINHU, ayTO-
UMMYHHBIe 3aboJsieBanusA. HanboJjiee pacnpocrpa-
HEHHOM TepamneBTUYECKOU cTpareruel y naleHToB
¢ necdpuriurom CD25 no TTCK 661111 aHTHOAKTEpHUAIID-
Hasi, IPpOTUBOIpHUOKOBasi, IPOTUBOBUPYCHAS U UM-
MYHOCYIIpeCCHUBHasA Tepanus (CUPOJHUMYC, TIIOKO-
KOpTUKOCTepounsl) (2, 5, 8, 9]. ¥ npencraB/IeHHOIO
Hamu nanueHTta gedunur CD25 manugecruposan
YIIOpHO# Auapeeil B HeoHaTaJIbHOM IIepUO/ie, B Ilep-
Bble MeCAIbI KU3HU NIPUHABIIEN YIIOPHBINA, XPOHU-
YeCKU, TSHKEJIBIN XapaKTep, TpeOyIoluil mapeHTe-
pajbHOTO MNHUTAaHUSA, C pa3BUTHEM CHHJIpPoOMa
MaababcopOIuy, CIEACTBIEM KOTOPOTO CTAJIH THIIO-
Tpous, KIMHUYECKUe U peHTTeHOJI0OTHYecKue Mpo-
SIBJIEHU S paxUTOIIOI0OHOT0 3a00J/IeBaHNsl, BEPOSITHO,
B pe3yJbTare HapyllleH!sI BCAChIBAaHU KaJIbIIUs B JKe-
JIyIOYHO-KUIIIeYHOM TpakTe. KiMHUYecKuMHU Ipo-
SIBJICHUSIMU HapyIIIeHUsI IPOTUBOMH(EKITNOHHOH 3a-
IIUTEI B peaynabrare fgedunura CD25 y Halrero
naryeHTa CTaJu UAeHTU(OUINPOBaHHbIE METOIOM
[TIIP B KpOBU U JIMKBOPE PEIUIUBUPYIOIIHE OaKTe-
puanbHble, BUPYCHBIE, TPUOKOBBIE NH(MEKIUH C I10-
paskeHHeM KO3KH, SKeJIyIOYHO-KUIIeYHOTO TPaKTa,
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[EHTPaIFHOM HEPBHOH CHCTEMBI. PeniinBHUpyIoIIye
3IIN30/1bl JUXOPAAKU U peluIuBUpyIoye jsabopa-
TOPHBIE MPU3HAKY CUCTEMHOTO BOCIIAJIUTETHHOT'O OT-
BeTa Ha (hoHe aHTUOAKTepHaIbHOH, TPOTUBOTPUOKO-
BOM Tepammuy, yBeJHWYeHHe Me3eHTepHabHbIX
JUMOY3JI0B, IPU3HAKHU sI3BEHHOT'0 TEPMUHAIBLHOTO
njenTa M0 JaHHBIM KOJOHOCKOIIMH, 3PO3UBHBIN
OyJILOUT IO JaHHBIM 930(haroIyogeHOCKOINY, CUHO-
BUT y Halllero nanueHTa, BeposATHO, ObLIN POsIBJIe-
HUSIMU HapylleHus1 peryJsiTopHol pyHKunn T-Kite-
ToK. Ha pucyHKe npejcTaB/ieHbl JaHHbIE 00 YpOBHE
C-peakTHBHOTO OeJsika y Halllero nalreHTa ¢ Hadyasna
MaHu(pecTanuy 3aboJsieBaHUA B HEOHATaJIbHOM Ile-
puoze 1 o Bo3pacra 5 Mec.

Kak nnokasaHo Ha pUCYHKe, ypOBeHb C-peaKTuB-
Horo 6eJjIka y Halllero naryeHTa Kak IposiBJIeHue CU-
CTeMHOTO BOCIIQJIUTEJIbHOIO OTBeTa KoJieOJeTcs B
3HAUUTEJIbHBIX IIpejiesiax uMesi IUKH, JOCTUTaIoIIe
6oJs1ee 100 mr/J1, uMeromye MecTo Ha (oHe IpoBe-
JleHUs1 aHTUOAaKTepHaIbHOM, IPOTUBOIPUOKOBOM Te-
panuu. YpoBeHb C-peakTUBHOIO 0Oejika B TeueHHe
5 Mec. 3KM3HU IPaKTUYeCKU He JOCTUTaeT HopMaJlb-
HBIX 3HAYEHUH, YTO CBUAETEIHCTBYET O IOCTOSTHHOMN
aKTUBAIMN CHCTEMHOTO BOCIIQ/JINTEJbHOTO OTBETA,
CBS3aHHOTO, BEPOSATHO, KaK C OTBETOM Ha MH(eK-
[IMOHHBIE (DAKTOPBI, TAK U C HAPYIIeHHNeM UMMYHO-
JIOTHYeCKOH TOJIepaHTHOCTH.

CiieryeT OTMETUTD, YTO CHEKTP 3a00JeBaHUM C
HapylieHrneM UMMYHHOU PeTyJIsiIUU 10 Mepe I10-
SIBJIEHWSI HOBBIX JAHHBIX, CBSI3aHHBIX C aHAJIU30M
pas3IUYHBIX (DEHOTHIIOB MEPBUYHBIX HAPYIIEHUH
VMMYHHOU pPETy/ISIUH U pe3ybTaTaMH aHaJn3a
JHK, 3HaumTeJbHO pacHIMpUJICA B IMOCJegHUE
rOfibl, ¥ BKJIIOYAET B CeOsT pa3IMYHble ayTOMMMYH-
Hble, ayTOBOCIIA/IUTeIbHBIE, TUM@OoIpoandepaTus-
HbI€ CHHAPOMBI B COYETAHUH CO 3JI0OKAYECTBEHHBIMU
HOBOOOPa30BaHUAMU U aJJIEPTUYECKUMU IIPOsIBJIe-
HUSAMH. YUUTBIBasA pa3HooOpa3ue (peHOTUIIOB U He-
II0JIHOE IIPOSABJIEHNE BCeX IPHU3HAKOB IEPBUYHOTO
HapylleH!uss UIMMYHHOU pery/AIiuyu Yy KOHKPEeTHOTO
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WHAUBUAYYMA, KIUHULIUCTHI UCIBITHIBAIOT 3HAYM-
TeJIbHBIE CJIO’KHOCTHU KaK B TUarHOCTUKe, TaK U B Be-
JIeHUM TallieHTOB C NepBUYHbIM HapyllleHueM UM-
MYHHOMH perysnsanuy, nockojabky TTCK MoskeT ObITH
OTCTpOYEeHa H3-3a JJIMTEJBHOTO IIpoliecca IOf-
rotoBkH, 10 TTCK KIMHULIMCTY HEOOXOIUMO BBIIED-
SKUBaTh O6aaHC MesKOy BBICOKUM MH(MEKIIMOHHBIM
PUCKOM U HeOOXOIUMOCTBI0 UMMYHOCYIIPECCUBHOMN
Tepanuy, nponeaypa TT'CK njia nanpeHTa umeeT CBOU
PUCKH, B TOM YHCJIe CBSI3aHHBIE C Pa3BUTHEM peak-
IIUM «TpaHCIIaHTaT IPOTUB Xo3sinHa» [10]. Ocobbie
TPYAHOCTU B IMArHOCTUKE I€PBUYHBIX HAapyIIeHUH
MMMYHHOH peryjsiiiuy UMeloT MEecTO y IalllieHTOB
IIePBBIX MECAIEB SKU3HU B CUJIY HeCIelIn(UIHOCTH
KJIMHUYECKUX IIPOsIBJIEHN pa3HO0Opa3HbIX 3aboJie-
BaHUU. B Hamem ciryyae KIMHUYECKUe IPOSABJIEHUA
y nanuenra Jl. B iepBble 1Ba MecsIla )KU3HU paclieHu-
BaJIMCh Kak reHepaan3oBaHHOe NH(EKIIMOHHOe 3a-
0osieBaHue, OTCYyTCTBUE aeKrTa OT JJIUTEJIbHOU
MAaCCHUBHOHM aHTHOAKTEPUATBLHOU U MPOTUBOTPUOKO-
BOM Tepanuy M03BOJIUJIO IPEIION0KATE HAaTUUYNe
y pebeHKka nepBUYHOro UMMYHozAedumnura. OTcyT-
CTBUE 3HAUYUTEIbHBIX OTKJIOHEHUH B KOJIMYECTBEH-
HBIX [TOKa3aTeJIsIX UMMYHOIDaMMBI B ciiydae fedu-
nuta CD25 Takyke 3aTpyJHsAET TUarHOCTUKY JaHHOTO
IIepBUYHOI0 UMMYHOZeduuTa U TpedyeT npose/e-
HUS pa3BepHYTHIX UMMYHOJIOTHYECKUX TECTOB U MO-
JIEKYJIAPHO-TeHeTU4eCKOT0 NCC/leJOBaHuA, TpeOylo-
II[eT0 BpeMeHM JJis ero BbINOJIHEHUs. B Hallem
cJjlydyae ¢ MOMeHTa MaHM(ecTauy 1 10 ycTaHOBJIe-
HUA TUarHo3a IepBUYHOI0 UMMYHO/Ie(DUITUTA C UM-
MYHHOMH IHuCpery/sAiueil mpoIio 0KoJio 5 Mec., B OT-
CyTCTBHE YTOYHEHHOIO [MarHosa Yy Hallero
naryeHTa KOpUI0p TepaneBTUYeCKUX BO3MOKHO-
cTell MOT BKJIIOYATh TOJIBKO aHTHOaKTepUabHYIO,
IIPOTUBOIPUOKOBYIO TepaIuio, Tepannio BHyTPHUBEH-
HBIM UMMYHOIVIOOYJIMHOM, KOPPEeKIHNIo QYHKIUU
SKeJTyI0YHO-KUIIIeYHOT0 TPaKTa — apeHTepaTbHOe
NUTaHue, HQPYy3NOHHAsA Tepanus, TpeOylolas Kare-
Tepu3ally LIeHTPaJbHBIX BEH U B CBOIO OYepeb
craBias (pakTopoM pucKa TpoMO03a BepxHel o0
BeHBI U e€ BeTBel Ha (hOoHEe ITOCTOAHHON aKTUBAIUN
CHCTEMHOTO0 BOCIAJNUTEJIbHOIO OTBETA.

Ozpanuuenus 6 ucciedosanuu

Ha MOMeHT HammcaHus CTaTbU pe3yJjabrar Io-
BropHo#i TTCK y naruenTa /I. moka He siceH, HeT AaH-
HbIx uccaenoBanus JJHK poxureseit mauuenta JI.
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3arkJueHue

Hedurur CD25 ABsseTca pegKUM TepBUYHBIM
UMMYHOJe(UITUTOM C UMMYHHOHN AMCperyasnuei.
Hedunut CD25 cienyer 3amofgo3puTh y MaIieHTOB
Ha OCHOBaHWU XapaKTePHbIX KJIMHUYECKUX IIPOsIBJIE-
HUi. Hanbosiee yacTbIM M paHHUM CUMIITOMOM Je-
¢punura CD25 sBIAETCA TAKEAA XpPOHUYECcKas Aua-
pest. IlopaskeHue KoKU (9K3eMa) U BOCIIPUUMYUBOCTh
K IIUTOMETaJI0BUPYCHON NH(EKITNN TaKKe ABJIAI0TCS
paHHuMEU cuMIitomamu gedurinra CD25. Panuas qu-
arHocTtuka gedunura CD25 MosKeT yIydIIuTh Mpo-
THO3 U Ka4yeCTBO SKU3HU ITallueHToB. VcciienoBanue
JHK MeTomoM KJIMHAYECKOIO CEKBEHUPOBAHUS I103-
BOJIsIeT IMOATBEPAUTH Auartos naedunura CD25.
IIpencraBienue U 06beJUHEHNE JAHHBIX 10 Aedu-
uuty CD25 HeoOXoauMO [J1s1 JIy4Ilero MOHUMaHUs
NpOsIBJIEHUN U 0COOEHHOCTEl eCTeCTBEHHOIO Teve-
HUA TaHHOH 1TaTOJIOTUH.
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